SUMMARY We describe an infant with multiple dysmorphic features who is mosaic for duplication 17q21-1-*qter, owing to a direct tandem duplication. He is the first case with mosaicism for a 17q duplication to be reported. His features are strikingly suggestive of Ellis-van Creveld syndrome. Duplication 17q is extremely rare and until recently no such cases had been reported. In the past few years about a dozen cases of partial duplication 17q have been described and an identifiable syndrome is beginning to emerge.
We report a child with multiple anomalies who was found to be mosaic for duplication 17q21-*l -qter but who lacked some features of this syndrome. Mosaicism for a tandem duplication of any chromosomal region is very unusual. Reasons for this are discussed. 
Discussion
Duplications of 17q are extremely rare. This is only the thirteenth reported case. Nine of these were the result of a parental translocation inherited in unbalanced form and only four were apparently the result of a de novo event. Naccache et al and Bridge et at2 have summarised the clinical features in patients with duplication distal 17q. A distinct clinical syndrome has been proposed in which the major features are: profound mental retardation, dwarfism or severe growth retardation, psychomotor delay, frontal bossing and temporal retraction, microcephaly, large mouth with thin lips and downturned corners, cleft or highly arched palate, micrognathia, low set malformed ears, short and/or webbed neck, rhizomelia of the extremities, and polydactyly. The region 17q23->qter appears to be the segment correlated with this syndrome.t Our patient, who is mosaic for duplication 17q21-1-1qter, has a phenotype largely consistent with this picture, although the conspicuous craniofacial dysmorphism is absent. This is surprising considering that our patient has the segment thought to be critical, plus additional duplicated material. Indeed, his duplication corresponds to that of the patient of Gallien et aP3 whose manifestations were so severe that she died immediately after birth. It may be that the abnormalities in our patient are less severe due to the absence of any monosomy and to the mitigating effect of the normal cell line.
We note that our patient is only the fourth in whom the phenotypic effect of a duplication for part of 17q is not complicated by the effect of monosomy for part of another chromosome. required oxygen and extra suction of the respiratory tract. Respiration was impaired and a nasal stridor was present. A blood sample was taken for chromosome analysis. She was discharged at the age of two weeks.
In the first months frequent upper respiratory tract infections caused adenohypertrophy. In spite of adenotomy, the girl was admitted to hospital several times elsewhere because of decompensatio cordis. At the age of eight months she was seen by a cardiologist and echocardiography revealed right ventricular hypertrophy but no primary cardiac abnormality. The right ventricular hypertrophy was thought to be caused by recurrent respiratory tract infections.
These infections and the narrow nostrils, as well as tube feeding, contributed to upper airway obstruction.
At the age of 15 months she was admitted to our hospital for another adenotomy and uvulectomy. Examination showed a cyanotic, dyspnoeic infant with impaired inspiration. Length was 68 cm (below the 3rd centile), weight 6590 g, and head circumference 45 cm (15th centile). The head was symmetrical. In addition to the findings at birth (telecanthus and blepharophimosis), the eyes showed a strabismus convergens, bilateral ptosis, slight antimongoloid slant, and inverse epicanthus (fig 1) .
There was hypoplasia of the peripheral frontal part
